Huntington disease
Apropos Ben Harper (December 2005 JRSM 1 ) on Huntington disease: George Huntington (not George S Huntington, an eminent American anatomist), observed what he called 'hereditary chorea' not in Pomeroy, Ohio, but in East Hampton, New York, where he grew up the son and grandson of physicians. 2 As a newly qualified physician, he moved to Pomeroy to begin a medical practice. It was in nearby Middleport that he gave his paper On Chorea in 1872. This history is well known.
It has also long been recognized that he was not the first to describe this disorder in adults, namely chorea accompanied by cognitive decline and emotional disturbance, leading inexorably to death. 3 While most earlier writers acknowledged the hereditary transmission of this illness, they did so within the conventional midnineteenth century paradigm of inheritance. That is, they accepted that the disease might skip a generation before it appeared again. Huntington evoked a radically different pattern. In his description, an individual who did not develop the disease during a normal life span could not transmit it to subsequent generations. Once it failed to appear, it would not reappear. It was this insight-based on the observations of his father and grandfather and the East Hampton families-that distinguished his account from those of his predecessors, and which later investigators acknowledged as an accurate representation of the Mendelian dominant inheritance pattern of the disease.
Far from being ambitious, Huntington was remarkably modest. Though his paper had gained wide recognition by the 1890s, he remained a small-town family physician. Ironically, it was partly through the influence of the Canadian turned Oxford University professor William Osler that the malady came to be known by the 'American' name of Huntington's chorea and later Huntington disease.
